shown to have lungs with a smaller alveolar surface area and therefore presumed smaller capillary surface area,2 which may predispose to the delayed clearance of lung fluid. That the effusion was a transudate is borne out by the scanty leucocyte count and protein content lower than plasma protein level.
Standard textbooks do not report an association of pleural effusions and chromosomal abnormalities, though Chernick (fig la, b) . The family returned to Pakistan before further investigations could be performed.
Family history
The proband was the second child of the marriage.
His older brother's development and hearing were said to be normal but he had depigmented skin patches. The father ( fig Ic) and a number of other relatives (example in fig le) had a white forelock and patchy skin depigmentation without associated deafness. None of these family members have been examined. The full pedigree is shown in fig 2. The mother who accompanied the child appeared to .I 9 o', 1:.vP - f   FIG 1 (a, b, c, d , e) The photographs of the proband (a, b) were taken during admission to hospital while those ofhis father (c), mother (d), and uncle (e) are from the family album. Note total albinism, broad nasal root, synophrys, bulbous tip to nose, full lower lip, and brachycephaly in the proband with absence ofdysmorphic features in either parent. The white forelock is obvious in the father, but it is not seen in the mother because she has dyed her hair. The depigmented skin patches on the thigh and scalp are clearly seen in the uncle as a young child. have a normal facial appearance (fig ld) . Only when pressed did she admit that she and her husband were first cousins and that in fact she had some depigmented skin patches on her thighs and had disguised her white forelock by dyeing her hair.
Discussion
In this report we have presented a Pakistani child with complete absence of skin, hair, and eye pigmentation, some facial dysmorphism, congenital deafness, and severe general developmental delay.
His first cousin parents, who were of normal intelligence, both had a white forelock and patchy skin depigmentation, and the same features occurred in several other members of this Asian family (fig 2) . These features indicate a dominantly inherited disorder such as piebald trait or Waardenburg syndrome.5 6 The combination of white forelock and skin depigmentation is characteristic of both these disorders. The location of the depigmented patches in the affected family members did not discriminate with certainty between them. None of the family members had the additional typical features of Waardenburg syndrome (lateral displacement of the inner canthi, broad prominent nasal root, hyperplasia of the medial portion of the eyebrows or heterochromia irides) and deafness was only reported in the proband. Although Waardenburg syndrome has been described without dystopia canthorum (type II), the high penetrance of white forelock through three generations as documented by photographs from the family album is unusual in Waardenburg syndrome (either type I or type II).7 8 We therefore believe that piebald trait is the more likely diagnosis.
We suggest that the reason for the child's severe clinical picture is that he has inherited the defective gene from both parents and is thus a homozygote. As we are certain that both parents are gene carriers we gave a 1/2 risk that any future child would have a similar phenotype as themselves and a 1/4 risk for having a severely affected child. From a pragmatic genetic counselling point of view, therefore, the severe defect is 'recessively inherited'.
Piebald trait is a classical example of a dominant disorder in man. The case described here has such a different phenotype from his parents that it would be difficult to accept this as an extreme variation in heterozygote expression and thus this child may represent the first example of homozygosity in this condition. Implicit in this argument is that the condition is inherited intermediately rather than as a true dominant. The same may well hold true for most other disorders in man classified as dominant but this may escape detection when the homozygote trait is lethal.
This family also illustrates the notion that consanguinity in itself is not necessarily an indication of recessive inheritance, albeit the risk of homozygosity is increased. It would be of interest to review cases where consanguinity between apparently unaffected parents has been taken to indicate a recessive form of a disorder previously recognised as dominant. Perhaps in some of these instances the impression of genetic heterogeneity is false and could simply be caused by the intermediate expression of one and the same gene defect with full expression in the homozygote. Had it not been for the obvious white. forelock in the father (or had he also dyed his hair), we might have concluded that we too were dealing with a new recessive pigmentary disorder with retardation and deafness.
Recombinant DNA techniques may in the future identify individual members of this family at the genotypic rather than the phenotypic level and this would be one way to investigate further the assumption that the proband is a homozygote in contrast to his heterozygote relatives. These methods may also help to clarify the genetic relationship between the recognised subtypes7 8 and the alleged recessive form9 1( of Waardenburg syndrome and separate these from the piebald trait, which may have a confusingly similar phenotype.5
